The Dubowitz syndrome is a rare autosomal recessive multiple congenital anomaly/mental retardation syndrome. We report here a case of a young adult presenting with several features consistent with this diagnosis. The differential diagnosis is discussed with respect to the absence of microcephaly and intrauterine growth retardation.
Case report
The proband was born to non-consanguineous French parents after a normal pregnancy and delivery at term, birth weight 3420 g. A small subcutaneous lymphangioma detected at birth in the right thoracic region was removed surgically at 2 years of age. The family history was unremarkable except for oxalic lithiasis in the father. His older brother is healthy.
In the first few months, feeding difficulties and failure to thrive were noted: height was 67cm (-3 SD), 110cm (-33 SD), 131 5cm (-5 SD), and 146cm our patient, although consistent with Dubowitz syndrome, were slightly different from the original descriptions and published photographs. For instance, the contours of the face were elongated, the nasal bridge was normally prominent, and the ears were posteriorly rotated. Thirdly, the eczematous skin lesions, which usually decrease by the age of 2 to 4 years, were still present when the patient was examined, which might explain his aged look.
Yet, in spite of these discrepancies, Dubowitz syndrome is still the most likely diagnosis in our patient especially as other known syndromes could be excluded. Pregnancy history made the diagnosis of fetal alcohol syndrome unlikely. Other disorders with blepharophimosis, including the Marden-Walker and Schwartz-Jampel syndromes, could also be ruled out, based on physical and neurological examination. Cardiofaciocutaneous syndrome was considered but there was no pterygium colli, hypertelorism, or downward slanting palpebral fissures. In addition, neither significant cardiac defect nor follicular keratosis was observed in our patient. Syndromes with premature ageing, including progeria or progeria-like syndromes, mandibuloacral dysplasia, and Werner syndrome, were considered, but their cutaneous features are different and consist of a very thin skin with prominent vessels and hyperpigmented mottling. In our patient, however, the cutaneous changes included non-pigmented cicatricial lesions and a dry and squamous skin, related to the evolution of severe eczema.
Obviously, more information on the clinical outcome of Dubowitz patients aged over 12 years is needed to draw any conclusion regarding phenotypic variation, especially as a broad spectrum of clinical phenotypes has already been reported.910 We can only suggest, along with Fryns et al," that the strikingly aged appearance of our patient might not be only related to growth failure and eczematous skin lesions, but may also be regarded as a consistent feature of Dubowitz syndrome. Since there is no specific test for this syndrome, the diagnosis remains tentative.
In conclusion, the present case emphasises the need for more information about the clinical outcome of these patients and suggests that one must be cautious when confirming or rejecting the diagnosis of Dubowitz syndrome, especially when the proband is first seen in early adulthood.
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